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Actuality. At present in Republic of Moldova according to National Registry are
67 children with the conﬁrmed diagnosis of cystic ﬁbrosis (CF).
Aim: This work presents the clinical, explorative and genetic proﬁle in children
with CF from Republic of Moldova.
Material and Methods: This study included 36 boys, 31 girls, aged 5 months −
22 years (mean age 10.91+0.75 years), including 10 patients older than 18 years.
Genetic diagnosis was realized in children and their parents for 4−8 CFTR
mutations (F508del, R334W, N1303, G551D, R347P, R553X, R117H, W1282X, and
G542X). The diagnosis and evaluation program for children with CF include: sweat
test, anthropometry, chest radiography, computed tomography (CT), spirography,
pulmonary and hepatic scintigraphy, echocardiography, sputum bacteriology, serum
biochemistry and coprology.
Results: F508del mutation was revealed in 32.8% cases ( 12 − homozygotes),
1 child − N1303K, 1 case − R334W. More rare, but “severe” mutations were
revealed in 3 children in the CF Center of Bordeaux (F508del/185+1G>T,
G542X/N1303K, 128+1G>A/1677 delTA). The diagnostic of CF was established at
the age of <1 year in 26 children, 1−5 year in 24 children, 5−10 years in 10 cases,
10−18 years in 6 children, 19 years in 1 child. Ps.aeruginosae was isolated in
26.8% cases. CT has revealed bronchiectasis (34.3% cases), pulmonary ﬁbrosis
(23.8% cases) and chronic bronchitis (68.8% cases). Spirography showed restrictive
and obstructive impairments of pulmonary function (FVC − 65.8+2.2%, FEV1 −
68.8+2.6%). The BMI was below 25%tile in 68.3% patients.
Conclusion: Evolution of CF in most children is severe with pulmonary compli-
cations and failure to thrive. There is a predominance F508del CFTR mutation in
children with CF in Moldova.
